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Abstract; [ Objective] This study was aimed to investigate the genetic etiology in a globozoospermia patient. [ Method] The
globozoospermia patient was performed ICSI in our center. We analyze the genetic etiology through karyotype analysis, detection of
AZF gene microdeletion in Y chromosome, array-based comparative genomic hybridization (array-CGH) and Sanger sequence in
PICK1 and SPATA 16 gene. [ Result] His wife had successfully delivered a dizygotict win sister after 2 cycles of ICSI (intracytoplasmic
sperm injection). No abnormalities were found in the genetic detection. [ Conclusion] The genetic etiology was not found in the
globozoospermia patient and therefore some other disease-causing genes might be involved.
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Biometra PCR 1% (Biometra, German) ["5¢i%,, # 14
PP 195 CHIAEE 3 min; 95 °C 251 30 s BIH4E
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Table 1 Sequencing regions and primers of PICK1 and SPATA16 genes

Gene Region Forward primer sequence 5'-3’ Reverse primer sequence 5'-3' t/°C

PICK1 Exonl GCACTGCTGTCCCGTATGA ACAACTGATCCACCGCTGAG 60
Exon2 GGAGCCCCTCAGGAGTTTTAGA TGCCTTTGTCATGCCCAAG 58
Exon3 GGCAGTGGTCAGGTGTCTTC TGGCAGCCTGGAGGTCT 58
Exon4 CTCAGTCCAGAACAGTCTTGGC GAGGAGTGCGCTGTGCTAGA 60
Exon5 TGAGTCTGGGGTCCGAGCTT CGCAGCCACCACGAAGG 58
Exon6 GTCAGCAGGCTTTGTGTTAGAA GTATTTTGTAGGCTGGCATTCC 56
Exon7 GGGGCTCCTCACGGGTTG AGGTCAGGCGCTGTGGGTCT 62
Exon8 TCAGCTCCTTCAGGGGGTTTA GCCAGCCCAGAGGTCAATG 60
Exon9 GAGAGGGACAAGGCATCAGG TCAGAGTGCACACAGCGAGAG 60
Exonl0, 11 CCGCTGCCCGCTCTG GCCTGGCCCTGAGAGTACCC 63
Exonl2 GGGTGGGCTGGGAGAGTCT CCTGCCACCTCCAAGTCCTT 64

SPATA16 Exonl CTTACAAGGCAACAAATACTAA GGAACTGCAAAATCCTAAT 52
Exon2 TGTAGTTTGGAAAAAGCATCAT GATCAGGCAAGCTCAGATAGT 50
Exon3 CCTGTGATTTCATTCCATT TGGAGAGTTCTGTTATGCTAT 52
Exon4 TGCTTTGTGTTTTGCTTAATA ATATGCCCAGAGCTACCTT 48
Exon5 TTCAAGACCAAAATATGTTA TGTGCTAGAACTATAAGGC 50
Exon6 ATTACTTCATACCTTTCACATT CCCACAAAGAAGATTAGAA 50
Exon7 ATATGGTCTAGGGATGGGACTA ACTATTTGCCATGTAAGCCTT 52
Exon8 GGAGACTGTGCAAGGCTAT TTTTCAGTTTTGCCATTAGAAT 52
Exon9 TCGGCAATGACAAGC TGGGTTTCTTTTTATCCTC 52
Exonl0 AGGGAGACCTGTAATGGAA TGGCCTGTGAATGATTCT 52
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Lithuania) 4fifbJ5 LA BigDye Terminator v3.1 Cycle
Sequencing Kit (Applied Biosystems , USA ) ¥R EFE
FEHEAT I . I AE ABI 3730 il )5 A (Applied
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(Applied Biosystems , USA) X 7 25 R #E4 77047 .
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Table 2 The fertilization, development of the embryo

and clinical outcome in three ICSI cycles

Cycle 1 Cycle 2 Cycle 3
No.of Oocyte 3 15 9
No.of Matured Oocyte 3 14 8
Matured oocytes rate/% 100 93.3 88.9
No.of 2PN 1 5 3
2PN rate/% 333 35.7 31.5
normalcleavage rate/% 100 100 100
No.of Transfered Embryo 1 3 2

The score of Transfered Embryo ~ 4.21 4.12;4.12,7.11  6.12;6.21

The clinical outcome Negative Dizygotic twin daughter Negative
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A all the spermatozoa were round—headed and lacked the acrosome, with the head nucleus darkly, fully and densely stained (showed by arrow) ;

B the normal morphological sperm, with the acrosome (showed by arrow ) ; Diff-Quick staining, 40x10
B1 BEBTFLMESMEEBEBTES

Fig.1 Morphology of the sperm head in the globozoospermia patient and normal man

x3 ZANEHNBRLELER
Table 4 The semen quality of three ICSI cycles

Cycle 1 Cycle 2 Cycle 3

Semen Volume/mL 2.5 2 2.5
Sperm density/ (10%/mL) 130 70 80
Sperm motility/% 70 70 70
Normal sperm morphology rate/% - - 0

—:not detected

R R A IEH B Y YL £ R B Ok 3 DR AG
AZF XIR /Y 15 DN o0ha%s , R KB AZFa, AZFb
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150
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M. DL 500 DNA marker; 1:SRY, sY254, sY143, sY242 and
sY255;11:SRY, sY84, sY239 and sY152; III:SRY, sY86, sY127,
sY145 and sY124;1V:SRY, sY134, sY82, sY128 and sY133

B2 Y REARRERKGIEKE
Fig.2 The electrophoretogram of AZF gene microdeletion

in Y chromosome
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Table 4 Genetic variations of PICKI and SPATA16 gene in this patient

Gene Region Genetic Variation" Genotype Identity in dbSNP MAF inDatabase?
PICK1 Intron-3 c.283-14 T>A TA novel -
Intron—4 ¢.349+191 A>G GG rs2076370 0.2752
Intron-4 ¢.350-260 G>A GA novel -
Intron-7 ¢.556+33 G>C CcC rs760975 0.2780
Intron—-8 ¢.690+15 G>A GA rs7289911 0.1426
SPATA 16 Intron—-6 ¢.1228+38 G>A GA rs376919972 NA
Intron-7 ¢.1339-481 T>C cC 1s968629 0.4864

dbSNP: database of single nucleotide polymorphisms; NA: no data. 1)Standard nomenclature (www.hgvs.org/mutnomen/) was used for

describing sequence variations, with +1 corresponding to the A of the ATG translation initiation codon of GeneBank NM_012407 for PICK1 and
NM_031955 for SPATA16. 2)Minor Allele Frequency in 1 000 Genomes database
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